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       s a 25-year-old woman with fragile X-associated primary 

ovarian insufficiency (FXPOI), I am one of a relative few who 

know the cause of their ovarian insufficiency: I am a Fragile X 

carrier. My older brother Scott was diagnosed with fragile X 

syndrome when the gene was first identified in 1989.   

 Since I was first informed I was a carrier five years ago, I 

have known that getting pregnant for me will be a challenge. But 

my attitude is straightforward: All people have “stuff” in their 

lives—and this is mine. 

 “Primary ovarian insufficiency.” What does that mean? 

Does it mean I can’t get pregnant? Does it mean I should go 

through hormone stimulating therapy? Does it mean there 

will be no “mini me?” Naturally, as 

my friends and I become older, our 

conversation turns more to a future 

of marriage, jobs and family. But I 

am different from my peers. Getting 

pregnant will not be simple for me, 

and I may never have a child who 

shares my genes. I feel sad sometimes 

when my friends discuss pregnancy. 

However, when I was first diagnosed 

with FXPOI, having babies was not my major concern. Instead, 

I was incredibly relieved that at last we had a definitive diagnosis 

for the variety of symptoms that had been affecting me for years. 

Someone finally knew what was wrong with me, and I was not 

going crazy!

 My FXPOI symptoms began when I was 17 and accelerated 

over the next three years. I was plagued by night sweats, hot 

flashes, depression, anxiety, weight loss and poor concentration. 

You name it, I had it. The only people I could relate to were 

menopausal women over the age of 50—definitely not cool for a 

young girl about to enter college. 

 My family and I were so clueless about my condition that 

we even installed two extra air vents in my bedroom because I 

was convinced that my room was getting overheated at night. 

No one knew what was wrong with me, and I was losing faith in 

medicine and medical professionals. 

 The psych docs were pushing me toward medical solutions 

and the medical docs were pushing me toward the psych end of 

things. I was stuck in the middle, desperate for an answer and 

scared for my future. My mind, 

body and spirit were weakening.

 Finally, after three devastating 

years I was diagnosed at the 

National Institutes of Health with 

primary ovarian insufficiency (the 

“fragile X-associated” was added 

later when scientists learned more 

about the condition). I was told my 

chances of getting pregnant were 

5-10 percent, but at the time I did 

not care. I was anxious to feel like 

myself again, eager to stop taking 

useless medications and hopeful 

about returning to college as a 

“normal” healthy student. The pregnancy thing? I conveniently 

thought, “I’ll deal with that later.”

 Well, “later” has now arrived. So, where does that leave 

me? Honestly, I do not know. I have a loving, understanding 

and supportive boyfriend. If I adopt, great. If I stimulate eggs, 

terrific. If I use an egg donor, no problem. Who knows—my 

future husband could have an insufficient sperm count!

 Since the onset of hormone replacement therapy, I have 

returned to my happy, healthy self, buoyed by physical and 

emotional well-being and satisfied with my knowledge of 

FXPOI. Growing up with a sibling with fragile X syndrome, I 

have learned to love, understand and accept people with special 

needs for who they are and what they can offer. Why not treat 

myself with the same respect?

 There are basically two ways one can respond to a FXPOI 

diagnosis, or to any diagnosis, for that matter. Personally, I 

can sulk, feel bad for myself and squirm uncomfortably every 

time my girlfriends bring up the subject of pregnancy. Or, I can 

accept my medical disposition, enjoy the built-in birth control 

it provides, and become an advocate. That’s the path I have 

chosen, and for me it has been the right one. Among other 

benefits, it has given me the opportunity to educate and support 

my family, friends, doctors and researchers.

 I have also been able to help a younger cousin going 

through a similar scenario spare herself the terrible experience I  
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endured before my diagnosis. I encourage all family and friends 

to be open and accepting of their conditions. I have found that 

the more you talk about a disorder and learn about it, the less 

scary and embarrassing it becomes. 

 I recognize that life is too short to punish oneself for 

conditions one cannot control. I choose to lead a life in which I 

am active in the areas I can control and accepting of the areas I 

cannot. I cannot control FXPOI—but I can control my attitude 

toward it. 

 I hope to share this attitude with others in hopes that they, 

too, can one day accept themselves for who they are, which goes 

so far beyond their disorder, disability or diagnosis. FXPOI is a 

part of my life, but it is not my life. n

Carly Heyman is the author of My eXtra Special Brother, How 

to Love, Understand, and Celebrate Your Sibling with Special 

Needs. She conducts workshops for siblings with brothers or 

sisters with special needs. She currently lives in Denver and 

works as a licensed pediatric occupational therapist.  

Email: carly.heyman@gmail.com

is reversible. If so, it will provide a huge psychological boost to 

affected individuals and their families while the work to develop 

drugs to target mitochondrial dysfunction and other potential 

therapeutic targets continues. 

6. Results of MetaMine study

Metamine is a drug that has been shown to improve cognition 

in the mouse model for Alzheimer’s disease. There is an ongoing 

double blind-placebo controlled clinical trial of Metamine in 

FXTAS patients. Results should be available in 2011. 

NTRI continues to make exciting progress in the quest to 

understand the underlying mechanisms of and identify and  

pursue therapeutic targets for both FXTAS and fragile X  

syndrome. When asked to consider the progress the  

collaboration has made to date, Paul Hagerman commented: 

“When NTRI began in 2007 we were focused on FXTAS as 

a neurodegenerative disorder. We had no idea that our work 

would reveal problems in early development, perhaps explaining 

difficulties encountered by some children with the premutation 

and extending to those of all ages with FXS. We are proud to 

have played a role in this novel NIH funding mechanism and of 

the results to date that are leading to new treatments.” 

For more information or to arrange for donation of 

umbilical cord tissue or cord blood, please contact me at the 

email address below. n

The author is a former NFXF board member and current chair of 

the NTRI Community Advisory Board. She welcomes questions, 

comments, and unique observations related to FXTAS and FXS, 

which she will convey to members of the NTRI.  

Email: a.cohen@fragilex.org

One of our staunchest congressional advocates, Representative 

Gregg Harper (R-MS) helps us tremendously in this effort. As the 

father of a 21-year-old son with fragile X syndrome, Harper knows 

full well the importance of funding research and support services 

for Fragile X, and has taken a lead role in educating his colleagues. 

He teamed with Representative Eliot Engel (D-NY) in February 

to reestablish the Congressional Fragile X Caucus, a bipartisan 

group committed to increasing awareness of Fragile X-associated 

Disorders across the nation. “One of the Fragile X Caucus’s roles 

in Congress is to advocate for federal resources to support research 

initiatives that will ultimately lead to improved health for the 

children and adults across the country living with this intellectual 

disability,” Harper said. “This specific initiative was one of our 

panel’s accomplishments in the 111th Congress, and I assure you 

this is only the beginning of our promising journey.” Please keep up 

with these efforts by responding to our Advocacy Alert emails and 

by checking in regularly on breaking news at www.FragileX.org 

and then clicking the “Public Policy/Legislative Advocacy” tab. n 

The author serves as vice president of The National Fragile X 

Foundation Board of Directors, where he chairs the governance 

committee and chairs its public policy committee. He is a 

practicing attorney in Houston, Texas.  

Email: jbwhitus@tycothermal.com 


